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Studies on circuit-mechanisms of cerebellar hypolpasia by mosaic distribution of
CASK deficient neurons.
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As a model for female patients with CASK abnormalities, we analyzed brain
tissue from heterozygous Cask knockout female mice. To visualize X chromosome inactivation, we
combined HPRT1-GFP knock-in mice, successfully visualizing the cellular mosaic distribution pattern
within the brain.Heterozygous Cask knockout female mice exhibited a significant reduction in
cerebellar size and impaired motor functions such as motor learning, which are associated with
cerebellar function. The visualization of Cask-non-expressing granule cells in mice aged 1 to 2

weeks suggested that the reduction in cerebellar size may be attributed to cerebellar granule cell
death occurring during this period.
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